further seven children related to these. The spectrum of associated features is now well documented and the inheritance of the syndrome is autosomal recessive. However, there remain many problems which make counselling difficult, in particular the degree of mental handicap and the observation that some children die from complications of the severe malabsorption despite intensive treatment. This article reviews the 22 patients previously reported and also includes details of a previously unreported boy.
Clinical features
The main features are shown in the table. The most constant signs necessary to make a diagnosis are aplasia of the alae nasi, an exocrine pancreatic defect, and unusual hair growth pattern.
In the absence of major structural abnormalities, the affected infant usually comes to medical attention because of failure to thrive. On presentation, the infant is malnourished, hypotonic, and often oedematous because of hypoproteinaemia. characteristically in the midline and in the occipital region. They heal to form atrophic scars.
MALABSORPTION
An exocrine pancreatic defect is a constant feature of this condition. Townes3 and Townes and White4 described the abnormalities of pancreatic function. They reported an absence of trypsin, chymotrypsin, and their proenzymes, as well as carboxypeptidase and lipase, but they thought the amylase activity was normal. This was subsequently found to be a spurious result as isoenzyme studies showed the amylase was from the salivary gland. When the contribution from saliva is excluded, pancreatic amylase activity is absent. At necropsy the parenchyma of the pancreatic gland is replaced by fatty 5 6 tissue. There are fewer islets of Langerhans but clinically there are no reports of impaired glucose tolerance.
The severe malabsorption caused by these enzyme deficiencies leads to hypoproteinaemia, oedema, anaemia, and failure to thrive. The treatment of the pancreatic failure is by pancreatic enzyme replacement, as in cystic fibrosis. It is a life threatening condition and several of the children reported have died despite full medical treatment. SHORT 
STATURE
The short stature has been attributed to hypothyroidism and malabsorption. There have been suf-ficient cases of short children with normal thyroid function4 6 7 
